Cordlife Carrier Screening Service - Diseases List

AR RRER SR - R5IE cordlife .._
Related Diseases HHEA TR Gene
Achalasia-Addisonianism-Alacrima Syndrome Achalasia-Addisonianism-Alacrima#: & i AAAS
Harlequin ichthyosis e ABCA12
Stargardt Disease, Type 1 1 BT ABCA4
Progressive Familial Intrahepatic Cholestasis, Type 2 2 BUETTHIE SN AR ABCB11
Progressive Familial Intrahepatic Cholestasis, Type 3 3 BT MIEE M AT RIS RE ABCB4
Pseudoxanthoma elasticum EMEERhER ABCC6
Familial Hyperinsulinism, ABCC8-Related BEEMEREERMAEABCCS 18E) ABCC8
Adrenoleukodystrophy, X-Linked XReERE IREMAEEEa IR ABCD1
Mitochondrial Complex | Deficiency, ACAD9-Related MR R S S | FRPE (ACADO 18Ed) ACAD9
Medium Chain Acyl-CoA Dehydrogenase Deficiency PR RS A RSB AE ACADM
Short Chain Acyl-CoA Dehydrogenase Deficiency R E s A RS E ACADS
Short/branched chain acyl-CoA dehydrogenase i/ R E W A RS ACADSB
Very Long-Chain Acyl-CoA Dehydrogenase Deficiency B REMERE A RSBRZE ACADVL
Beta-Ketothiolase Deficiency B-FRAR AR A G = fiE ACAT1
Acyl-CoA Oxidase | Deficiency FrEahis A S1C6hE | TR AE ACOX1
Combined Malonic and Methylmalonic Aciduria EENR_BANPERN_BRIE ACSF3
Severe Combined Immunodeficiency, ADA-Related REESERETRME(ADA 18E) ADA
Ehlers-Danlos Syndrome, Type VIIC VIIC Z¥Ehlers-Danlos #R & fiE ADAMTS2
Bilateral Frontoparietal Polymicrogyria “ﬁJﬂE%y/J\W“@ﬂlaﬂ/ ADGRG1
Aspartylglucosaminuria abaEEERERiE AGA
Glycogen Storage Disease, Type Ill (Cori/Forbes) it #’EJ?E?EF (Cori/Forbes) AGL
Rhizomelic Chondrodysplasia Punctata, Type 3 3 R AMARSRE LR AGPS
Hyperoxaluria, Primary, Type 1 1 DR M SEM IR AGXT
Autoimmune polyendocrinopathy syndrome, type | 1BB SR EMSA D BRREE AIRE
Sjogren-Larsson Syndrome Sjogren-Larsson#r & fiE ALDH3A2
Pyridoxine-dependent epilepsy M1 B K B8 1 R R ALDH7A1
Hereditary Fructose Intolerance BEEMREANTN A ALDOB
Congenital Disorder of Glycosylation, Type 1C 1C BISE R MR LIS ALG6
Alstrom Syndrome Alstrom#R & i ALMS1
Hypophosphatasia, ALPL-Related iR Be B RiE(ALPL A8ER) ALPL
Persistent Millerian duct syndrome type 1 1 ASEUESERSE AMH
Persistent Millerian duct syndrome type 2 2RGBEMEYERSE AMHR2
Glycine Encephalopathy, AMT-Related HEMIR (AMT 48E8) AMT
Mental retardation, enteropathy, deafness, peripheral neuropal{5# & EER - BH - BHE - BEWHLR - REUEMA(LH (MEDQAPLSL
Familial Nephrogenic Diabetes Insipidus, AQP2-Related BEEMERMREAE(AQP2 1EE) AQP2
Androgen insensitivity syndrome, X-Linked XREREAEATRGRSHE AR
Argininemia 1SR MAE ARG1
Metachromatic Leukodystrophy, ARSA-Related E% t i 3 S &3 L E(ARSA 18E8) ARSA
Mucopolysaccharidosis, Type VI (Maroteaux-Lamy) B ZEEITIEME ( Maroteaux-Lamy ) ARSB
Argininosuccinate Lyase Deficiency Jr SEIRIAMAEIBRZ AE ASL
Asparagine Synthetase Deficiency KEMIR S ESTA S SE ASNS
Canavan Disease RHSTIE ASPA
Citrullinemia, Type 1 1 BN a# MAE ASS1
Ataxia-Telangiectasia HBERHA-EANSERE ATM
Renal Tubular Acidosis and Deafness, ATP6V1B1-Related J\A‘fiﬂaq:‘%%ﬂﬁ (ATP6V1B1 4HE) ATP6V1B1
Menkes Syndrome, X-Linked XRERMFEIMERSE ATP7A
Wilson Disease Jﬁﬁj}tr ATP7B
Progressive Familial Intrahepatic Cholestasis, Type 1 1 BT EE AT AR RIERE ATP8B1
Alpha-Thalassemia Intellectual Disability Syndrome, X-Linked |X & i2a-it P8 E ME NEBERSAE ATRX
Bardet-Biedl Syndrome 1 Bardet-Bied| #f 5 %E 1 BBS1
Bardet-Biedl Syndrome 10 Bardet-Biedl #f 5 %E 10 BBS10
Bardet-Biedl Syndrome 12 Bardet-Bied| R 5 4E 12 BBS12
Bardet-Biedl Syndrome 2 Bardet-Bied| R 5 4E 2 BBS2
Bardet-Biedl Syndrome 4 Bardet-Bied| £ 54 4 BBS4
Bardet-Biedl Syndrome 9 Bardet-Bied| £ 5 4E 9 BBS9
Pseudocholinesterase Deficiency RAE AR AE GR = fiE BCHE
Maple Syrup Urine Disease, Type 1A 1A ZURHE SR PRI BCKDHA
Maple Syrup Urine Disease, Type 1B 1B BUHRHEER PR BCKDHB
GRACILE Syndrome GRACILE R &%E BCSI1L
Bloom Syndrome Bloom#R S %iE BLM
Fanconi anemia, Group J SEREBM - J A BRIP1




Bartter syndrome, Type 4a 4a BlBartter R S i BSND
Biotinidase Deficiency AR IE BTD
Isolated growth hormone deficiency, Type Ill, X-linked X el B tERIERRZAE BTK
Desbuquois dysplasia 1 Desbuquois #B5FE 1 CANT1
Limb-Girdle Muscular Dystrophy, Type 2A 2A BTV E B A RAE CAPN3
Catecholaminergic polymorphic ventricular tachycardia SRRSO ENBR CASQ2
Homocystinuria, CBS-Related CBS 1ERBEEI B B S SR AE CBS
Mental retardation, autosomal recessive 3 BEAlEE - BReRRHEES CC2D1A
Usher Syndrome, Type 1D 1D ®Usher #R&fE CDH23
Leber Congenital Amaurosis, Type CEP290 Leber X 14 EBIE (CEP290 ) CEP290
Retinitis Pigmentosa 26 BRUEREERX 26 CERKL
Cystic Fibrosis s f3lw CFTR
Choroideremia, X-Linked XREREREE CHM
Congenital Myasthenic Syndrome, CHRNE-Related SR MR D4R S B (CHRNE 48 E) CHRNE
Escobar Syndrome BHRIERSE CHRNG
Bare Lymphocyte Syndrome, CIITA-Related HEAmRASAE (CIITA 48E) CIITA
Ceroid Lipofuscinosis, Neuronal, 3 HEREAE BB EAE - T3 CLN3
Ceroid Lipofuscinosis, Neuronal, 5 HEREAE BB EAE - TS CLN5S
Ceroid Lipofuscinosis, Neuronal, 6 HEREAE BB EAE - 1486 CLN6
Ceroid Lipofuscinosis, Neuronal, 8 (a.ka. Northern Epilepsy) FEERRAR IR E I EE - A8 ( N ZIbHEMEE ) CLN8
Usher Syndrome, Type 3 3 BUsherfiR & fiE CLRN1
Achromatopsia, CNGA3-Related 2B E(CNGA3 k) CNGA3
Achromatopsia, CNGB3-Related 2B 5 (CNGB3 1HE) CNGB3
Fibrochondrogenesis type 2 2 TV B T COL11A2
Alport Syndrome, COL4A3-Related Alport 4R 5 %E(COL4A3 1) COL4A3
Alport Syndrome, COL4A4-Related Alport 48 & 1E (COLAAA 1HE) COL4A4
Alport Syndrome, X-Linked X Fe52Alport REHE COL4AS5
Dystrophic Epidermolysis Bullosa, COL7A1-Related EEARMARMRNIZAIECOLTAL 48E) COL7A1
Carbamoyl Phosphate Synthetase | Deficiency SEPHBIR S RE | R A CPS1
Carnitine Palmitoyltransferase IA Deficiency AR ERESAE A TR AE CPT1A
Carnitine Palmitoyltransferase Il Deficiency AR ERESEE | RZE CPT2
Leber congenital amaurosis 8 Leber X 14 B BIE 8 CRB1
Cystinosis bt = L I 2 CTNS
Papillon-Lefevre Syndrome Papillon-Lefevre R & fiE CTSC
Ceroid Lipofuscinosis, Neuronal, 10 (CLN10 Disease) FEERZAF B E ) IEE - 4510 (CLN10 fB% ) CTSD
Pycnodysostosis BEMRBAEE CTSK
Chronic Granulomatous Disease, CYBA-Related 12 P ZFRESR(CYBA 18Ed) CYBA
Chronic Granulomatous Disease, X-Linked XREREMHRTER CYBB
Congenital Adrenal Hyperplasia, 11-beta-hydroxylase-deficien| e X 4B EBRIEE - 11-B-FR(LRBIRIE CYP11B1
Corticosterone Methyloxidase Deficiency HREMPEACEHRZE CYP11B2
Congenital Adrenal Hyperplasia, 17-Alpha-Hydroxylase Deficie| e R 4B ERRIZANE - 17-o-FE(EEETRZ fE CYP17A1
Aromatase Deficiency HEMMRZIE CYP19A1
Primary Congenital Glaucoma [REEMSERMS KR CYP1B1
Congenital Adrenal Hyperplasia, 21-hydroxylase-deficient SERME LRRIBAEAE - 21-F(CRBIREE CYP21A2
Cerebrotendinous Xanthomatosis FERE = CYP27A1
Vitamin D-dependent rickets type 1A 1A Bz than D KRB 101B% CYP27B1
Maple Syrup Urine Disease, Type 2 2 TURE SR R DBT
Severe Combined Immunodeficiency, Type Athabaskan Athabaskan B EEE Bt S B iRE DCLRE1C
Xeroderma Pigmentosum Group E EEMEEmEAR DDB2
Smith-Lemli-Opitz Syndrome Smith-Lemli-Opitz &R & %E DHCR7
Retinitis Pigmentosa 59 BRUERAEX 59 DHDDS
Dyskeratosis congenita, X-Linked XFEREAMALLAR DKC1
Dihydrolipoamide Dehydrogenase Deficiency _SRFRHRR SR A DLD
Duchenne/Becker Muscular Dystrophy Duchenne/Becker Al & & FEiE DMD
Ciliary Dyskinesia, Primary 3 HEBEEHE - SER3E DNAH5
Ciliary Dyskinesia, Primary 1 HEEEEHE - SER1E DNAI1
Ciliary Dyskinesia, Primary 9 HEEEEHE - SERIE DNAI2
Ciliary Dyskinesia, Primary, 16 HEEEN B - ER168 DNAL1
Congenital Myasthenic Syndrome, DOK7-Related SERMAE SRS AE (DOKT A8E) DOK7
Dihydropyrimidine Dehydrogenase Deficiency _SEIER SR E DPYD
Limb-Girdle Muscular Dystrophy, Type 2B 2B BRI E B AR DYSF
Hypohidrotic Ectodermal Dysplasia, X-Linked XReER N THIREREIR EDA
Hypohidrotic Ectodermal Dysplasia ITHINEERBAR EDAR
Wolcott-Rallison Syndrome Wolcott-Rallison #R &5 %E EIF2AK3
Leukoencephalopathy with Vanishing White Matter HEHAMNBE B EIF2B5
Dysautonomia, familial (IKBKAP or ELP1) BB AR (IKBKAP 3 ELP1) ELP1




Emery-Dreifuss Muscular Dystrophy 1, X-Linked X Z38Emery-Dreifuss AAZEHEREL EMD
Xeroderma Pigmentosum Group D BRUZEBDA ERCC2
Xeroderma Pigmentosum Group B =M E%BAE ERCC3
Xeroderma Pigmentosum Group F EEMTEmFA ERCC4
Xeroderma pigmentosum Group G EEMEZEBGHE ERCC5
Cockayne syndrome, type B B #Cockayne #REE ERCC6
Cockayne syndrome, type A A BiCockayne #RE1E ERCC8
Roberts Syndrome Roberts#r & fie ESCO2
Glutaric Acidemia, Type 2A 2A BN RS MAE ETFA
Glutaric Acidemia, Type 2B 2B BN R IMfE ETFB
Glutaric Acidemia, Type 2C 2C BV M MAE ETFDH
Ethylmalonic Encephalopathy ER_BIEm ETHE1
Ellis-van Creveld Syndrome, EVC-Related Ellis-van Creveld #&iE (EVC HE8) EVC
Ellis-van Creveld Syndrome, EVC2-related Ellis-van Creveld #&&%E (EVC2 18Ed) EVC2
Pontocerebellar Hypoplasia, Type 1B 1B U\ B A S EXOSC3
Retinitis Pigmentosa 25 BRUEREEX 25 EYS
Factor X| deficiency HF Xl tRZfE F11
Prothrombin deficiency BRIMERAZ F2
Hemophilia A B MAR F8
Hemophilia B B MAR F9
Tyrosinemia, Type | 1BRE SR ME FAH
Retinitis Pigmentosa 28 BRUEREEK 28 FAM161A
Fanconi Anemia, Group A SEREBM - AME FANCA
Fanconi Anemia, Group C SEREBM - CA FANCC
Fanconi Anemia, Group G SEREBM - GA FANCG
Fumarase Deficiency =B RZE FH
Limb-Girdle Muscular Dystrophy, Type 2I 2| B BN N EMRE FKRP
Walker-Warburg Syndrome, FKTN-Related Walker-Warburg #R &4%E (FKTN 18E) FKTN
Fragile X syndrome Wt X 4R S hE FMR1
Glycogen Storage Disease, Type IA IA ZUHE R AT IE G6PC
Glucose-6-Phosphate Dehydrogenase Deficiency G- B E RS ERZ G6PD
Glycogen Storage Disease, Type Il (Pompe Disease) 2BNEIRIT AR (BEER ) GAA
Krabbe Disease k(= GALC
Galactose epimerase deficiency FAEEQERBERZE GALE
Galactokinase Deficiency (Galactosemia, Type Il) FE MR (FELVEIAE - 11 8Y) GALK1
Mucopolysaccharidosis, Type IVA FZMITRIE - IVARY GALNS
Hyperphosphatemic familial tumoral calcinosis = i AR S S B (M S5 B = AE GALNT3
Galactosemia 2 #E MAE GALT
Guanidinoacetate Methyltransferase Deficiency INEZ B PEEBABRS A GAMT
Gaucher Disease =5 CAE GBA
Glycogen Storage Disease, Type IV |V BV R AT 1R GBE1
Glutaric Acidemia, Type 1 1 Y — R IMAE GCDH
Dopa-responsive dystonia SEREE RN ER GCH1
Grebe syndrome GrebefR &1 GDF5
Combined Oxidative Phosphorylation Deficiency 1 e E(ChiR LA 1 GFM1
Isolated growth hormone deficiency, Type IA/II A/ BT i R R E GH1
Isolated growth hormone deficiency, Type IB IB B A RMERIRZ AE GHRHR
Charcot-Marie-Tooth Disease with Deafness, X-Linked X e HFAEHER Charcot-Marie-Tooth & GJB1
Non-Syndromic Hearing Loss (a.k.a. Connexin 26) FEESEMENEL (NBEEEH 26) GJB2
Erythrokeratodermia variabilis et progressiva SREMNMETHARLER GJB3
Non-Syndromic Hearing Loss (a.k.a. Connexin 30) FESEMENEL (XNZEEEH30) GJB6
Fabry Disease Fabryfs& GLA
Mucopolysaccharidosis, Type IVB / GM1 Gangliosidosis L EEITAENE - IVB BY/GM1 Blr R e AR TG NE GLB1
Glycine Encephalopathy, GLDC-Related HE MR (GLDC 488) GLDC
Lethal Congenital Contracture Syndrome 1 B MAERMERRSE L GLE1
Inclusion Body Myopathy 2 ELRAE AL 2 GNE
Mucolipidosis II/111A itaBEIURRAE 11/11A GNPTAB
Mucolipidosis Il gamma FPEICIERE Iy GNPTG
Mucopolysaccharidosis, Type [lID (Sanfilippo D) HEZEEITAEIE - 111D 2 (Sanfilippo D) GNS
Geroderma osteodysplastica BRBEFARBARRK GORAB
Bernard-Soulier Syndrome, Type A2 A2 #IBernard-Soulier R S %E GP1BA
Bernard-Soulier Syndrome, Type B B #YBernard-Soulier &R & E GP1BB
Bernard-Soulier Syndrome, Type C C Z4Bernard-Soulier ZRE%E GP9
Primary Hyperoxaluria, Type 2 2 NRBEMSERIRAE GRHPR
Leber congenital amaurosis 1 Leberfe R REEL GUCY2D
Mucopolysaccharidosis, Type VI VI UL S AT 1R AE GUSB




Long Chain 3-Hydroxyacyl-CoA Dehydrogenase Deficiency | &# 3-SRt E i A REMRZE HADHA
Trifunctional protein deficiency —EEEHRZE HADHB
Congenital Neutropenia, HAX1-Related SR M o M R AR B R RE (HAXL 48 ) HAX1
Alpha-Thalassemia o-ith P E M HBA1
Alpha-Thalassemia o-ith P E M HBA2
Beta-Hemoglobinopathies B-MAEER HBB
Tay-Sachs Disease Tay-Sachsfw# HEXA
Sandhoff Disease Sandhoffjx & HEXB
Hemochromatosis, Type 1 1 BMEeFRIERE HFE
Hemochromatosis, Type 2A 2A BMEBFIERE HFE2
Alkaptonuria ERIE HGD
Mucopolysaccharidosis, Type llIC (Sanfilippo C) IIIC B ZEEEITIESE (Sanfilippo C) HGSNAT
Holocarboxylase Synthetase Deficiency RSB E HLCS
3-Hydroxy-3-Methylglutaryl-Coenzyme A Lyase Deficiency  [3-5EE-3-PEX _Bi#his A HERBHRZAE HMGCL
Heme Oxygenase-1 Deficiency MATENER 1 HRZ5E HMOX1
Primary Hyperoxaluria, Type 3 3NRBEMSERRAE HOGA1
Tyrosinemia, Type lll Il ZYF% S AL M AE HPD
Hermansky-Pudlak Syndrome 1 Hermansky-Pudlak #R&%E 1 HPS1
Hermansky-Pudlak Syndrome 3 Hermansky-Pudlak #R&fE 3 HPS3
Hermansky-Pudlak syndrome 4 Hermansky-Pudlak #R&%E 4 HPS4
17-beta hydroxysteroid dehydrogenase 3 deficiency 17-f RERERERSE 3 R E HSD17B3
D-Bifunctional Protein Deficiency D-#TNEEERRZE HSD17B4
3-Beta-Hydroxysteroid Dehydrogenase Type Il Deficiency 3-B-HEHERREHE || BURZ A HSD3B2
Hydrolethalus Syndrome Hydrolethalus#s & fif HYLS1
Mucopolysaccharidosis, Type Il (Hunter Syndrome) || RS HERTIERE (HunterfRSAE ) IDS
Mucopolysaccharidosis, Type | (Hurler Syndrome) | BURLZZREATAEAE (Hurler RS ) IDUA
Severe Combined Immunodeficiency, X-Linked X REREREESIURERE IL2RG
Glanzmann thrombasthenia BERE M WREIE ITGB3
Isovaleric Acidemia FILEMAE IVD
Congenital Hyperinsulinism, KCNJ11-Related SR M SRS R MAE (KCNJ11 48E8) KCNJ11
LAMAZ2-related Muscular Dystrophy BVAAZEHERE (LAMA24HES) LAMA2
Herlitz Junctional Epidermolysis Bullosa, LAMA3-Related Herlitz 2257t KB 3R K7 SR AR AE (LAMAS3 18Ed) LAMA3
Herlitz Junctional Epidermolysis Bullosa, LAMB3-Related Herlitz 22 57 M KBt 3R 57 SR B2 AE (LAMB3 48 ) LAMB3
Herlitz Junctional Epidermolysis Bullosa, LAMC2-Related Herlitz 22 57t KB4 3R K7 SR AR AE (LAMC2 48 FH) LAMC2
Leber Congenital Amaurosis, Type LCAS LCASZ!Leberft R R IEE LCAS
Familial Hypercholesterolemia, LDLR-Related BEEMEEERME (LDLR 18E) LDLR
Familial Hypercholesterolemia, LDLRAP1-Related BEEMEEERMAE (LDLRAPL 18E) LDLRAP1
Leydig cell hypoplasia BEAmEELE LHCGR
Stuve-Wiedemann Syndrome Stuve-Wiedemann & fiE LIFR
Lysosomal Acid Lipase Deficiency BRI BB TR fE LIPA
Woolly Hair/Hypotrichosis Syndrome EE/VEEFRSE LIPH
Deafness, Autosomal Recessive 77 HEE (BREEEUEET77) LOXHD1
Lipoprotein Lipase Deficiency 5 & R AR AA A IR = AE LPL
Leigh Syndrome, French-Canadian Type Leigh ZREfE - EBMERAZR LRPPRC
Chediak-Higashi syndrome Chediak-Higashi#r &% LYST
Alpha-Mannosidosis o-HEREITEE MAN2B1
Hypermethioninemia SaEakMiE MAT1A
3-Methylcrotonyl-CoA Carboxylase 1 Deficiency 3-PEEDHHE AR(ERE 1 A5 MCCC1
3-Methylcrotonyl-CoA Carboxylase 2 Deficiency 3-PEEDHHE A BERE 2 AT MCCC2
Mucolipidosis, Type IV IV BYkA RS U RE MCOLN1
RETT Syndrome BRHARSE MECP2
Microcephaly, postnatal progressive, with seizures and brain at|/\GEESZ - ERETHEF - AEBEBRFENKER MED17
Familial Mediterranean Fever EEM DB MEFV
Spondylothoracic Dysostosis, MESP2-Related BB AR (MESP2 48E) MESP2
Ceroid Lipofuscinosis, Neuronal, 7 HEREAEBE I EAE - & TT MFSD8
Bardet-Biedl Syndrome 6 Bardet-Bied| 48 5 %E 6 MKKS
Meckel-Gruber Syndrome, Type 1 1 Z'Meckel-Gruber £ & %E MKS1
Megalencephalic Leukoencephalopathy with Subcortical Cysts |52 & T~ FERER E k14 B B MLC1
Malonyl-CoA decarboxylase deficiency RN_BEHBARA R E MLYCD
Methylmalonic Aciduria, MMAA-Related BFER_MKE (MMAA 18E) MMAA
Methylmalonic Aciduria, MMAB-Related BER_EEE (MMAB 18E) MMAB
Methylmalonic Aciduria and Homocystinuria, Type cbIC FER_MREMSHEMRAE (cblC ) MMACHC
Methylmalonic Aciduria and Homocystinuria, Type cbID BFER MRS PSR RAE (cblD &) MMADHC
Molybdenum cofactor deficiency FHEB A FRZfE MOCS1
Congenital Disorder of Glycosylation, Type 1B 1B BV R MR LI MPI
Congenital Amegakaryocytic Thrombocytopenia Se R M B AR M /OB E MPL




Hepatocerebral Mitochondrial DNA Depletion Syndrome, MPV| FTR&4R #i182 DNA #FI847 & fE (MPV17 18E) MPV17
Ataxia-telangiectasia-like disorder 1 HBERBEAMERERRERL MRE11
Homocystinuria due to Deficiency of MTHFR MTHFR &= 5 [#ERY[E) B 2 B S AL PR AE MTHFR
Myotubular Myopathy, X-Linked XEeRNEHE MTM1
Homocystinuria, Type cblE cblE ZY[E) B 2 Bt & B4 PR AE MTRR
Abetalipoproteinemia ERAIEE R MAE MTTP
Methylmalonic Aciduria, Type mut(0) BER_MEAE - $8E mut(0) MUT
Deafness, autosomal recessive, 3 EE  EReRBMEE -3 MYO15A
Usher Syndrome, Type 1B 1B BVUsherfR &1 MYO7A
Mucopolysaccharidosis, Type 1B (Sanfilippo B) I1IB Bits S RERT 1 AE (Sanfilippo B) NAGLU
N-acetylglutamate Synthase Deficiency N-ZHA R SEHRZE NAGS
Nijmegen Breakage Syndrome NijmegenBiZ47 & fiE NBN
Charcot-Marie-Tooth Disease type 4D 4D #Charcot-Marie-Tooth J& NDRG1
Mitochondrial Complex | Deficiency, NDUFAF5-Related RMIEE R S S | TRPE (NDUFAFS 48EE) NDUFAF5
Mitochondrial complex | deficiency HHEEE S | TRIE NDUFS4
Mitochondrial Complex | Deficiency, NDUFS6-Related MR R S EE | FRPE (NDUFS6 4HE8) NDUFS6
Nemaline Myopathy, NEB-Related Nemaline FlLy% (NEB #8E8) NEB
Sialidosis g gnd NEUL
Hydatidiform Mole, Recurrent BEk - B NLRP7
Niemann-Pick Disease, Type C1/D C1/D ZNiemann-Pickjs & NPC1
Niemann-Pick Disease, Type C2 C2 ZNiemann-Pick & NPC2
Juvenile Nephronophthisis NWEBE NPHP1
Congenital Finnish Nephrosis ERMSEER NPHS1
Steroid-Resistant Nephrotic Syndrome HEREAMBRASE NPHS2
Congenital Adrenal Hypoplasia, X-linked XREREAME LREEALE NROB1
Enhanced S-Cone Syndrome Rl S HARSAE NR2E3
Congenital Insensitivity to Pain with Anhidrosis (CIPA) SER MR REETAE (CIPA) NTRK1
Ornithine Aminotransferase Deficiency FEMaREERBRTE OAT
Lowe syndrome, X-Linked XE e Lowei S i OCRL
Costeff Syndrome (3-Methylglutaconic Aciduria, Type 3) Costeff ZRE%E (3-FENGEHERE - 38) OPA3
Ornithine Transcarbamylase Deficiency FEMEIFMEBHRZE OTC
Phenylketonuria X A B PR AE PAH
Pantothenate Kinase-Associated Neurodegeneration 2R EE AR R R R AR PANK2
Pyruvate Carboxylase Deficiency AR 2 (ERB IR AE PC
Propionic Acidemia, PCCA-Related RBZMYE (PCCA 48Ed) PCCA
Propionic Acidemia, PCCB-Related RBE MYE (PCCB 4HEE) PCCB
Usher Syndrome, Type 1F 1F BB ARaE PCDH15
Pyruvate Dehydrogenase Deficiency, X-Linked X R ERRNIRRESMBRZAE PDHAL
Pyruvate Dehydrogenase Deficiency, PDHB-Related AR BT S BB TR = AiE (PDHB 18EH) PDHB
Prolidase deficiency TSRS TA I PEPD
Cytochrome-c oxidase deficiency AR e RcRERBRZ AE PET100
Peroxisome Biogenesis Disorder 1A (Zellweger) BECYEERE LY EIEH 1A (Zellweger) PEX1
Peroxisome Biogenesis Disorder 6A (Zellweger) BECYEERE LY EIEHE 6A (Zellweger) PEX10
Peroxisome Biogenesis Disorder 3A (Zellweger) BECYEERE LY B EIEHE 3A (Zellweger) PEX12
Peroxisome Biogenesis Disorder 5A (Zellweger) BECYEERE LY B EIEHE S5A (Zellweger) PEX2
Peroxisome Biogenesis Disorder 4A (Zellweger) BECYEERE LY S EIEHE 4A (Zellweger) PEX6
Rhizomelic Chondrodysplasia Punctata, Type 1 1 ARARBERRSEELR PEX7
Glycogen Storage Disease, Type VII VI B RETIE S PFKM
Phosphoglycerate Dehydrogenase Deficiency iR H R RS TR PHGDH
Multiple congenital anomalies-hypotonia-seizures syndrome 1| Z &M AR EEE-ARDBR-BRASE 1 PIGN
Polycystic Kidney Disease, Autosomal Recessive BREREBMEELESR PKHD1
Infantile neuroaxonal dystrophy 1 BRELHREEAR1 PLA2G6
Congenital Disorder of Glycosylation, Type 1A, PMM2-Related [1A B X M HEE(CIERE (PMM2 48E) PMM2
Pyridoxal 5'-phosphate-dependent epilepsy 5'- BB N 1B B R R M B PNPO
POLG-Related Disorders POLG #HE% NS POLG
Xeroderma pigmentosum Variant EEME RS POLH
Muscle-Eye-Brain Disease, POMGNT1-Related BLARAKZ= 7% (POMGNT1 46 E8) POMGNT1
Cytochrome P450 oxidoreductase deficiency AR E PASO ELEIREBIRZ AE POR
Ceroid Lipofuscinosis, Neuronal, 1 HERFAEBEIERE - 8T - 1 PPT1
Myasthenic syndrome, congenital, 22 IENEGREE - ERM22 PREPL
Combined Pituitary Hormone Deficiency 2 WS ERSRIRIRZAE 2 PROP1
Arts syndrome, X-Linked XEERArtsERSAE PRPS1
Metachromatic Leukodystrophy, PSAP-Related ERMEEEZEE LR (PSAP 18E) PSAP
6-Pyruvoyl-Tetrahydropterin Synthase (PTPS) Deficiency 6- A EREE- PN S ¥k S8 (PTPS) tRZ fiE PTS
Mitochondrial Myopathy and Sideroblastic Anemia (MLASAL) |#RHIAENLmAISE R4 ABRE 4B M (MLASAL) PUS1
Glycogen Storage Disease, Type V (McArdle Disease) V BERITIERS (McArdlefm# ) PYGM




Carpenter Syndrome CarpenterfR S RAB23
Omenn Syndrome, RAG1-Related Omenn & fE (RAGL 48E8) RAG1
Omenn Syndrome, RAG2-Related Omenn & fE (RAG2 48E8) RAG2
Congenital Myasthenic Syndrome, RAPSN-Related SERMAE AR SAE (RAPSN 48 ) RAPSN
Pontocerebellar Hypoplasia, Type 1 and 6, RARS2-Related 1 BV K6 BIRSHE/\iE B A2 (RARS2 1HE) RARS2
Leber Congenital Amaurosis, Type RDH12 RDH12 BlLeber SE XM RERE RDH12
Retinal Dystrophies, RLBP1-Associated RAEZEEAR (RLBP1 418E) RLBP1
Cartilage-Hair Hypoplasia RBEEEBELE RMRP
Aicardi-Goutieres syndrome, RNASEH2C-related Aicardi-Goutieres & fif (RNASEH2C #HFH) RNASEH2C
Leber Congenital Amaurosis 2 Leber e X M R EAE2 RPE65
Ciliopathies, RPGRIP1L-Related #FERRE (RPGRIPLL 1HE) RPGRIP1L
Juvenile Retinoschisis, X-Linked X RS VERPEERE RS1
Dyskeratosis Congenita, RTEL1-Related SERMABEAR (RTELL 4HE) RTEL1
Autosomal Recessive Spastic Ataxia of Charlevoix-Saguenay  |Charlevoix-Saguenay HE &SR ERE M KR SACS
MIRAGE syndrome MIRAGE4R & HiE SAMD9
Aicardi-Goutires Syndrome Aicardi-Goutires#r & fie SAMHD1
Shwachman-Diamond syndrome Shwachman-Diamond#= & i SBDS
Pontocerebellar Hypoplasia, Type 2D 2D BIfBH/ iR B A S SEPSECS
Alpha-1-Antitrypsin Deficiency o-1-MREERBRZAE SERPINAL
Limb-Girdle Muscular Dystrophy, Type 2D 2D BB RN PO ZE HRE SGCA
Limb-Girdle Muscular Dystrophy, Type 2E 2F B A5 BY B PO ZE AR AE SGCB
Limb-Girdle Muscular Dystrophy, Type 2F 2F BB F5 BY BN I ZE MR AE SGCD
Limb-Girdle Muscular Dystrophy, Type 2C 2C BB A5 BY B A ZE MR AE SGCG
Mucopolysaccharidosis, Type llIA (Sanfilippo A) 1A 2Y #5 S RERT AR AE (Sanfilippo A) SGSH
Gitelman Syndrome Gitelman#R &% SLC12A3
Agenesis of the Corpus Callosum with Peripheral Neuropathy (BiEi2 8B A2 B EMARE (AndermannfFSE ) SLC12A6
Salla Disease Salla & SLC17A5
Megaloblastic Anemia Syndrome BB MRS E SLC19A2
Carnitine Deficiency PR EA = SE SLC22A5
Citrullinemia, Type Il I 2SR MG SLC25A13
Hyperornithinemia-Hyperammonemia-Homocitrullinuria (HHH S S && MfE-S R MAE-S/M MR RE (HHH) FRE%E SLC25A15
Carnitine-acylcarnitine translocase deficiency AR - E NIRRT S SLC25A20
Achondrogenesis, Type 1B 1BERFRELE SLC26A2
Congenital Chloride Diarrhea ERMUEREMER SLC26A3
Pendred Syndrome Pendred#7 & i SLC26A4
Autism Spectrum, Epilepsy and Arthrogryposis BRANE ~ BB S R SLC35A3
Glycogen Storage Disease, Type IB IB B REITIER SLC37A4
Acrodermatitis Enteropathica 53 75 M e i B2 3% SLC39A4
Cystinuria, Type A A TURR SBL PR SLC3A1
Oculocutaneous albinism, Type 4 4 BIRR BRI SLC45A2
Corneal Dystrophy and Perceptive Deafness BEEEARMMEHEE SLC4Al11
Creatine Transporter Defect (Cerebral Creatine Deficiency Synd B BEES RiRME (X RERBRINERZFEE1) SLC6A8
Lysinuric Protein Intolerance BEREAAWR SLC7A7
Cystinuria, Type B B BURE S AL R AE SLC7A9
Schimke Immunoosseous Dysplasia Schimke #BB#BAR SMARCAL1
Spinal Muscular Atrophy B EME SMN1
Niemann-Pick Disease, Types A/B A/B ZINiemann-Pickj® SMPD1
5-alpha reductase deficiency 5-odE REBIR = fiE SRD5A2
GM3 synthase deficiency GM3 & REIR= fiE ST3GALS
Lipoid Congenital Adrenal Hyperplasia Bl SE R M B L RRIBAEAE STAR
Deafness, autosomal recessive 16 BRERRHES 165E STRC
Mitochondrial DNA depletion syndrome 5 (encephalomyopath| 4 g DNA #1545 5 ( BB ER MR )  |SUCLA2
Multiple Sulfatase Deficiency SIEHM AL FRAB IR = AiE SUMF1
Leigh Syndrome Leigh#R S HE SURF1
Tyrosinemia, Type Il RSB MAE - || B TAT
Osteopetrosis, Infantile Malignant, TCIRG1-Related SheEiE KRR iEE (TCIRGL 1HE8) TCIRG1
Hereditary Spastic Paraparesis, Type 49 49 BB B RS LR TECPR2
Hemochromatosis, Type 3, TFR2-Related 3 BUMEBER)IEE (TFR2 48E) TFR2
Lamellar Ichthyosis, Type 1 1 AR E IR R 2 TGM1
Segawa Syndrome, TH-Related Segawa #RS¥E (TH 48E) TH
Deafness, autosomal dominant 36, autosomal recessive 7 BRERBMEE36 BREERUEETEE TMC1
Joubert Syndrome 2 / Meckel Syndrome 2 Joubert ZREfE 2 / Meckel FREE 2 TMEM216
Congenital hypothyroidism SR M BRI BRI S AR AE TPO
Ceroid Lipofuscinosis, Neuronal, 2 HERZAE BB EAE - T2 TPP1
Aicardi-Goutieres syndrome, TREX1-related Aicardi-Goutieres #r & fiE (TREX1 48[E) TREX1
Bardet-Bied| syndrome 11 Bardet-Bied| #i & HE11 TRIM32




Mulibrey nanism syndrome Mulibrey nanism#= 5% TRIM37
Acute Infantile Liver Failure, TRMU-Related =M EFEHINEERIE (TRMU 4HEE) TRMU
Pontocerebellar hypoplasia FEE N EEBAS TSEN54
Combined Oxidative Phosphorylation Deficiency 3 EEREEBMERME 3 TSFM
Congenital hypothyroidism SR MR BR S AR A TSHB
Hypothyroidism, congenital, nongoitrous, 1 FRARBRINBERIARAE - Se KM - FFERARBRAE - 1 TSHR
Tricho-Hepato-Enteric Syndrome Tricho-Hepato-Enteric 48R & %E TTC37
Familial dilated cardiomyopathy BEEMEREOARE TTN
Ataxia with Vitamin E Deficiency #ifthan E RS HHERA TTPA
Myoneurogastrointestinal Encephalopathy (MNGIE) A48 S BB R m & (MNGIE) TYMP
Oculocutaneous Albinism, Type 1 1 ARFERLRE TYR
Oculocutaneous albinism, Type 3 3 IR ERER TYRP1
Crigler-Najjar Syndrome Crigler-NajjarR &4 UGT1Al
Beta-ureidopropionase deficiency B-IRERM AR A UPB1
Usher Syndrome, Type 1C 1C BlUsherfR & %E USH1C
Usher Syndrome, Type 2A 2A BlUsherfR & iE USH2A
Choreo-acanthocytosis ERMRAARIESE VPS13A
Cohen Syndrome Cohen &RETE VPS13B
Congenital Neutropenia, VPS45-Related VPS45 #8855 K o Mk AR BEUR M E VPS45
Pontocerebellar Hypoplasia, Type 2E 2F BUBR/N\EEE B AR VPS53
Pontocerebellar Hypoplasia, Type 1A 1A RSB/ VSR B A S VRK1
Microphthalmia/Anophthalmia, VSX2-Related NRES /AR BRHZ (VSX2 48FE) VSX2
Von Willebrand disease mEMMmAR VWEF
Wiskott-Aldrich syndrome, X-Linked X 38 Wiskott-Aldrich FREE WAS
Progressive Pseudorheumatoid Dysplasia ETHRERERREEEAR WISP3

Odonto-Onycho-Dermal Dysplasia / Schopf-Schulz-Passarge S{Odonto-Onycho-Dermal Dysplasia / Schopf-Schulz-Passarge| WNT10A
Werner Syndrome Wernerfr & fie WRN
Xeroderma pigmentosum Group A EEMERBRAR XPA
Xeroderma Pigmentosum Group C EeMERmCHE XPC
Spastic Paraplegia Type 15 15 BU SR B ZFYVE26
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